THE type of dysplasia shown in the case which I am about to describe, and also known as major ectodermal defect. is a hereditary condition in which the affected persons are usually small and delicate, have no sweat glands and often no lachrymal glands, insufficient and conical teeth, fine fair hair, and chronic rhinitis leading to loss of the sense of smell. While the lack of teeth and hair does not greatly affect their activities, the absence of sweat prevents them doing any work in hot weather. The recorded cases of the condition, which is a rare one, have been summarized and analysed by Dr. E. A. Cockayne in his recent book on " Inherited abnormalities of the skin and its appendages." Two varieties of the defect have been distinguished according to the mode of inheritance. In one of these the abnormality is handed down as a sex-linked recessive character and in the other as an incomplete dominant.
THE type of dysplasia shown in the case which I am about to describe, and also known as major ectodermal defect. is a hereditary condition in which the affected persons are usually small and delicate, have no sweat glands and often no lachrymal glands, insufficient and conical teeth, fine fair hair, and chronic rhinitis leading to loss of the sense of smell. While the lack of teeth and hair does not greatly affect their activities, the absence of sweat prevents them doing any work in hot weather. The recorded cases of the condition, which is a rare one, have been summarized and analysed by Dr. E. A. Cockayne in his recent book on " Inherited abnormalities of the skin and its appendages." Two varieties of the defect have been distinguished according to the mode of inheritance. In one of these the abnormality is handed down as a sex-linked recessive character and in the other as an incomplete dominant. John E., aged 4i years. Previous history.-His birth-weight was 61 lb., but he did not put on weight for a long time. He suffered frequently from nose-bleeding between the ages of 11 months and 3i years. At the age of 11 months his tooth erupted; he had whooping-cough at the age of 2 years, and he has always suffered from " catarrh of the nose and stomach." He never sweats at all and is apt to get exhausted when it is warm; if he gets hot, he just lies down wherever he may be and rubs his forehead as if he had a headache. He often asks for a bucket of water in summer and gets into it and dabbles about. He objects to sunlight and other bright lights, and always keeps in the shadow. He never had any tears until a few months ago, and still has extremely few. Present condition.-He is 41 in. high, but weighs only 35 lb: is thin and of delicate appearance, active, cheerful, and intelligent. His hair is fine and fair, and there is quite a good. covering of it, better in front; over the occiput it is fluffy; it is said to grow at the normal rate, being cut every three weeks. The eyebrows are very fair and downy; the upper eyelashes are normal. There are no lovver eyelashes, and there is no hair on the limbs. The skin is dry and rather harsh, but not wrinkled; on the face it has a transparent look and there is no trace of sunbrown. There are dark purplish circles round the eyes, and the lips are very red. The nails are normal, and the eyes are pale blue. The cheeks are not sunken, but the mouth has a flabby look, no doubt due to the lack of teeth. There is only one tooth erupted; it is conical, resembling a deciduous canine tooth, and occupies the position of the right first upper incisor ( fig. 1 ). Which tooth it represents it is difficult to say, since in other cases in which a number of incisors or canines have been present they have all had this same conical shape. Skiagrams sbow that the only other teeth are two half-formed conical unerupted ones in the right lupper incisor region. There is an oval depressed area in the mid-line of the soft palate near its junction with the hard. The lower alveolar ridge is sharp and narrow. If the one erupted tooth is seized and waggled, considerable movement of the maxilla on the rest of the skull may be obtained.
Family history.-The mother is short and plump, with blue eyes, brown hair, freckles, and a rather saddle-shaped nose (she suffers from nasal catarrh, but has not lost the sense of smell). She thinks that she sweats less than other people and dislikes the heat. Her teeth are irregular, deformed, and insufficient. Of many only the roots persist; one has been extracted by a dentist and several she has APRII-ODONT. 1
Proceedings of the Royal Society of Medicine pulled out herself, but the exact number is unknown (fig. 2) It is possible that some of the members marked as normal possessed minor dental abnormalities, but as the family is scattered this cannot be determined.
From the pedigree it appears that the only members severely affected are males descended from three sisters, and that the defect was transmitted to the third generation through the female. The fact that the mother of my patient showed some of the signs of the condition, however, makes it clear that the inheritance was not of strictly sex-linked recessive type.
Treatment.-As regards treatment, the only part which concerns us is the making of an attempt to avoid the development of the unsightly facies which accompanies this dysplasia in adult life. Dr. Cockayne writes:
